Introduction
Structural hemoglobin (Hb) variants are mainly due to point mutations in α or β globin genes resulting in single amino acid substitutions. Until date, around 1000 Hb variants have been identified out of which at least 200 are alpha chain variants. [1] Many of these variants do not cause any problems and therefore remain undetected in the population. They are often picked up only when a large screening program on hemoglobinopathies is undertaken in the general population. Few alpha chain variants like Hb Sallanches, though asymptomatic in the heterozygous condition cause severe Hb H disease in the homozygous condition. [2] Until date, four cases of Hb Fontainebleau have been reported, including one case from India. [3] [4] [5] [6] These have all been present in combination with Hb S or a co-existing membrane defect.
We report the first report of Hb Fontainebleau from India without any other co-existing hematological defect. 
Case Report
Recently, a 35-year-old ANC born of a nonconsanguineous marriage to a Jat Sikh family from Punjab was presented for routine thalassemia screening Table 1 . Her husband was also screened for hemoglobinopathies and showed normal red cell indices and a normal Hb chromatogram on HPLC.
Other family members were not available for screening.
The couple was suitably counseled.
Discussion
The spectrum and frequency of α globin chain variants in India remains unknown though few cases have been reported. [7] Non-deletional mutations, in general, affect the fundamental processes of globin gene expression.
Hb Fontainebleau [a21(B2)Ala>Pro], is an alpha chain variant characterized by an alanine→proline substitution at codon 21 with a GCT→CCT change at the DNA level, this proline residue is located at the beginning of the alpha helix. [3] This variant has so far been identified in only four unrelated families globally. It was first reported in a
15-year-old girl of Italian origin living in France. In this case, the co-existing membrane defect, spherocytosis with Hb Fontainebleau explained the hematological abnormalities and the severe phenotype. [3] Another female individual in the same family with Hb Fontainebleau alone was clinically and hematologically normal. The second case was an adult male subject in an Iraqi family living in New Zealand. This individual had microcytosis, but this was not associated to the presence of Hb Fontainebleau. [4] The third case was identified in Cyprus while screening for thalassemia in the
Greek Cypriot population. [5] The fourth family was from Madhya Pradesh, India in a newborn baby and her mother.
In both these cases, this mutation was present along with a beta globin gene defect Haemoglobin Sickle Hb S. [6] This is the second report of this Hb variant from India. Unlike the earlier case, this case had normal hematological indices, but presented with a bad obstetric history, which may just be a chance association.
